when premature delivery occurred following an antepartum haemorrhage. The birth weight was 2070 g. Global developmental retardation and epilepsy were apparent from early childhood and ultimately resulted in his admission to an institution for the mentally handicapped. Evaluation at 16 years showed mental retardation with no comprehensible speech and total dependency, microcephaly (OFC 47 cm, -5.3 SD), short stature (149.5 cm, -3-2 SD), a large beaked nose, bilateral corneal ectasia, divergent strabismus, bilateral ptosis, and a cleft palate (fig 1) . He has a striking pattern of scalloped skin pigmentation, present from birth, which is approximately symmetrical on the trunk and proximal limbs and clearly demarcated from the normal skin (fig 2) . His gait was slow and jerky but there were no other neurological signs.
An EEG showed diffuse abnormalities on an irregular polyrhythmic background.
A G banded karyotype of peripheral lymphocytes showed an interstitial deletion of the long arm of chromosome 2: del(2)(q32. 
Discussion
The most frequently reported interstitial deletion of 2q involves the segments del(2)(q31q33) and the clinical features of the other eight reported cases are outlined in the table. It is apparent that in addition to the general features shared with other 2q deletions (mental retardation, microcephaly, growth failure, and congenital heart defects), more specific features of del(2)(q31q33) deletions, as suggested by Schinzel,9 include microphthalmia, comeal anomalies, ptosis, a beaked nose, micrognathia, cleft palate, large or low set ears, clinodactyly of the fifth finger, camptodactyly of the fingers, and syndactyly of the toes.
The present case shares some of the features of this subgroup of 2q deletions but he also shows distinctive skin pigmentation. The distribution of the skin abnormality did not follow Blaschko's lines and we found no evidence of chromosomal mosaicism by demonstrating the identical karyotypes in the fibroblasts derived from the pigmented and nonpigmented skin. The skin pigmentation may be related to the breakpoints of this deletion allowing expression of an otherwise suppressed gene, or it may represent a coincidental abnormality; further assignment of gene loci to 2q31-q33 may resolve this question.
The 
